Physical examination 


Alagille 


Dysmorphic features 


= Prominent forehead 


Evidence of heart disease 


Butterfly vertebrae 


Posterior embryotoxon 


lgenomic imprintig disorder 


hypogonadism 5 more common in males 1 


marked obesity 6 short stature 2 
type two DM 7 mentally retarded 3 


dull yall veneralized severe hypotonia 4 


cornelia-de-ange- 2 


Signs and Symptoms 
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Angelman Syndrome 


genomic imprinting disorder 


Mental retardation, gelastic 
seizures, fair skin and hair 
“global develo ntal dela 


Metabolic 
Beckwith-Wiedemann Syndrome 


Occurs in 1/13000-1 
Chr 11p.15.5 

imal dominant 

vulossia, Examp 


mental retardation, 
abdominal wall defect 
Ah, 
arlobe pits, 
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Physical Findings syndrome- 


4 Tal flattened forehead (secondary to corona ost) 


= Brachycephaly (Asprozorionatey vide headh 


2 Exophthalmos (мало st ow eye sekas aftar sui fusion smog tones) 


55 Hyperielorlsm greater than normal einans betwee the eyes) 
2 Mantar hypoplasia (алле гл вом one atc) 
2 вежай nose 


2 tow-set ears 


i tar canai malformations 


DiGeorge syndrome 
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Tow set dysplastic] 7 


Typenelonam 


mieromandibua. 
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Inborn cardiac defect (e.g. tetralogy of Fallot), 
thymic hypoplasia (or aplasia). 


Acute Neuronopathic Gaucher Disease 


Strabismus 


Retroflexion of the 
neck 


Cortical thumbs 
Visceromegaly 
Failure to thrive 
Cachexia 


upper limb defect 


азр 


Holt Oram сува 


Marfan syndrome 


Eye problems Ins mblaxatien 


Алати chem toare 
‘and lung 


Short torso 


Tall hin body frame. 


= Long arms, legs and fingers 


Sumntamc 
< унии сини 


chromosomal deleti 
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"e Downward sianted eyes 
Abnormally shaped ears 
Partial webbing or fusing 


fold of skin over Inner corner 
of the eye. 
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MENTALRETARD 
FRONTALBOSSING 


DEPRESSED NASAL BRIDGE 


“Hepato splenomegaly 

Deat / blind 

Progressive developmental retard. 
Hurer Cardiovascular рит. Failure 


-PREMATURE DEATH (med. yr) 


sila Мр.» 


о IUGR. 
1 mental retardation. 

1 short stature. 

о microcephaly. 

о small hands and feet. 
о beaked nose. 


л depressed nasal bridge. 


1 external ear anomalies. 


sanjad sakati syndrome 


CLINICAL PRESENTATION 


^: Thin upper lip. 
^ long philtrum 
1 micrognathia, 
= enamel hypoplasia == 
о repeated infections. 


^: persistent 
hypocalcaemia and 
hypoparathyroidism. 


Septo-Optic Dysplasia/de Morsier 
Syndrome 


» Etiology 
Defect of normal embryological development 


Has been linked to young maternal age and in- 
utero cocaine exposure 
» Rare familiar occurance 


» Systemic Signs and Symptoms 
Pituitary deficiency (variable degrees) 
Sometimes seizures 
Low muscle tone 
Jaundice at birth 
Developmental delay 
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Present at birth or appears soon after. 


Usually involves the entire cutaneous area. 
Autosomal-Recessive inheritance. 


It is a severe form of Ichthyosis and also is very 
uncommon. 

Decreased or absent transglutaminase-1 
activity. 

Onset : Birth- collodion baby. 


Sjogren's Syndrome Symptoms 


Dry ees retina. 
mamae eon 


Short stature. 
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Brown spots (nevi) 


Symptoms: 

» Cleft Lip 

» Constipation 

» Deafness 

» Extremely pale blue eyes or eye colors that do 
not match 

» Sometimes difficulty in completely 
straightening the joints 


» Possible slight decrease in intellectual 
functions 


» White patch of hair or early graying of the hair 


№ ђ wide space between the eyes 


Most Common Characteristics 
Cardiac Issues: supravalvular aortic stenosis, renal 
artery stenosis, pulmonary stenosis and Long QT 
Hypertension. 

Gastric reflux 

Gastroparesis 

Hypercalcemia 

Chronic ear infections 

Hernias 

Low muscle tone 

Hyperacusis (sensitive hearing) 

Strabismus 

Poor growth 

Hoarse voice 

Early puberty 

Delay in meeting developmental milestones 
Delays in speech, language and communication 
Delays in fine and gross motor skills 

Excessive worrying 

Severe anxiety 

Individuals with Williams syndrome also have 

a characteristic facial appearance, 


william8 syndrome 


Frontal baldness 


absent 
Tendency to {тїй Poor beard 
grow fewer growth 
chest hai 


Narrow 
Bunk shoulders 


development 
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Female-typoj Wide hips. 


Small 
testicular 


size 


Long legs 


efelter syndrome] 
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CLINICAL FEATURES 
*Broad forehead 


*Coarse hair 
*Flat nasal bridge 
*Occular hypertelorism 
«Small receding chin 
“Sad facial expression 
“High arched palate 
‘Dental anomaliess with malocclusionicleft uvula 
«Mental retardation 

*Webbing of neck 


Russell Silver Syndrome 


Low birth weight 

Failure to thrive 

Large head for body 
Pointed chin 

Thin, wide mouth 
Triangle-shaped face with 
broad forehead 
Methylation defect 
Chromosome 7, 11 involved 22 
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Treacher Collins 


Inadequate support of 

the cheeks, eye sockets, 

and lower eyelids. 

Small lower jaw with an 
abnormal relationship 

of the upper and lower teeth. 


Presence of a сојовота, a hole 
or gap in one of the structures 
ofthe eye 


Abnormally small eyes 
‘Microcephaly 
Deformities of fhe hands 


Intellectual impairments 


Developmental delays and 
failure fo reach milestones. 
on ime. 


Problems with feeding 
Diarrhea alternating with 
constipation 


Gastroesophageal reflux 


ermiostenosis 


midface hypoplasia 


symmetrie syndaet 
hypoplasia of eorbus 
talon 


mega lnesphaly 
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© Carpenter syndrom 


‘Acrocephaly 

Flat nasal bridge 
High arched palate 
Low set ears. 
Craniosynostosis 
Syndactyly 

Genu valgum 
Hypogonadism 
Mental retardation 


SAETHRE-CHOTZEN SYNDROME 


oln general, the features of Saethre-Chotzen 
syndrome are much milder than those of other 
craniosynostosis syndromes; this syndrome is 
therefore often underdiagnosed. 


o Early suture fusion is not a constant feature but, 
when present, typically involves 1 coronal suture 
(plagiocephaly), inducing an asymmetric face, a 
characteristic cited as a classic feature of Saethre- 
Chotzen syndrome. 


Hypotonia 
Characteristic facies 
High arched palate 
Short philtrum 

High nasal bridge 
Delayed puberty 
Hypogonadotropism 


Goldenhar Syndrome: Findings 


= Ocular: 
Limbal dermoids (most common) 


— Eyelid colobomas É У ^ 
Associated with Duane Syndrome 1 
Micropthalmia E 


m Systemic: 
— Pre-auricular skin tags with microtia or anotia 
keletal anomalies including hemifacial microsomia and vertebral 
hypoplasia 
Cardiac, neurologic and renal defects 
— Deafness 
— Facial weakness 


* Retinal degeneration 
> Polydactyly 

* Mental retardation 

+ Renal dysplasia 

* Short stature 
Hypogonadism 


Pfeiffer's syndrome 


» Similar to Apert Syndrome but have 
digital broadening rather than 
syndactyly 

> Eyes: down-slanting polpebrael 
fissures, Hypertelorism, Exophthalmos 


al „alb s 


Main | 


Premature development of “segmenta!” features recalling aging. 


„Severe growth retardation == 
“Skeletal alteration. = 
sAmyotrophy, ipodystrophy and skin atrophy = mema 


«Alopecia — 
Extremely severe atherosclerosis, — 
«The mean age at diagnosisis 2.9 years, while -— 


death occursat a mean age of 13.5 years 


PROTEUS „а. 


The Proteus syndrome is 
characterized by the overgrowth 
of skin, connective tissue, organs, 
brain, and other tissues. 


Along with susceptibility to the 
development of tumors 


Wolf-Hirschhorn Syndrome 


БШ төө 
2 Deletion in the 4p arm 
а Distinctive facial features - 
prominent forehead, wideset 
eyes, and broad beaked 
nose, collectively described as 
"Greek warrior helmet” features 
3 Brain and muscles - profound 
‘mental retardation, small 
head, seizures (50% of 
individuals), low muscle 
tone, poor muscle development 
= Bones - very short stature, facial 
deformities, malformations of 
hands and feet, chest, and spine 
c Heart defects 
2 Urinary and genttals - 
‘malformations or 


Landau-Kleffner Syndrome 


Loss of la Skills} In lh initial stages of Йе, ће child 
nif Landon. Aletinr Syndrome wil have normal language 
Бањ ond wil be able lo undenland and comprehend 
normaly but afier reaching the age of or 4 е child 

stas to gradually los al ho sis ой ho or sho 

had gained proviously. 


Behavioral Changes: the behavioral changes associated 
with Landau Жейпег Syndrome may include hypevactiviy, 
reduced совсетаћоп ЛОБ, lemper tantrums 

‘and problems I iteracion with peers. 


Seizures: A сна wih Londav.Klefiner Synckome wil 
have seizures ial before Me real regrestion ol ek. 
ари starts. 
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Nelson syndrome 

* Surgical removal of the adrenal 
glands for treatment of Cushing 
syndrome induces loss of the 
inhibitory effect of adrenal 
corticosteroids on a preexisting 
corticotroph microadenoma and 
this lead to progressive growth of 
hypophyseal tumor 

* Symptoms: 

-No signs of hypercortisolism, but 
hypocortisolism. 

-Singns of “mass effects" in 
Hypophysis 

-Hyperpigmentation because of the 
stimulatory effect of other products 
of the ACTH precursor molecule on 
melanocytes. 


Jervell and Lange-Nielsen syndrome 
‘Synonyms Lang GT intewakdeatness syndrome 


Unaffected Upaffected 
“Teron “Gamer 
Father Mather 


ell and Lange-hlelson syridrome has ап 
aclesemal recessive pattern ofinhartanc. 


-Loss of learned skills 
-Lo smile, crav 
-Blindness, De: 


 Anlasis Cutis Congenita 


peroxisomal disorders due to а defect of metabolism of very long chain 
fatty acids). Note the high forehead, dolicocephalic head, hypoplastic 
supraorbital ridges, severe hypotonia with frog like position. Other features 
include cataract, epicanthie folds, hepatomegaly with neonatal jaundice, 
renal cysts, seizures with psychomotor retardation. 


DUBOWTIZ syndrome 


carton like face 
infantile eczema 
small stature 


microcephaly 


Telecanthus Cataracts 
Blepharophimosis Strabismus 


Prosis . Epicanthal folds 


Prune —Belly Syndrome 


= Eagle-Barrett 
Syndrome. 
* Abdominal 
musculature absent 
+ Renal and GU 
abnormalities 
VUR 75% 
Enlarged bladder 
Urinary stasis 
Cryptochordism 
Infersiiny 
Hydronephrosis 
PUV.VUR, UP] 


Respiratory 
* Recurrent respiratory 
Intens 
* Chronicrhinorheat 
* Upper aitway 


Ears 


Recurrent tis media! 
= Tubeplacements! 

= Hearingloss 
(sensorineural andor 


obstruction 
parena + Obstructivesleep 
apnoea? 
Nasal obstruction? 
Other 
| + Developmental delay Throat and Dental 
and/or speech delay” * Enlargedtongue' 
+ Large head * Enlargedtonsisand 
crcumference 


adenoids! 

+ Tracheomalada? 

* regular, pegshaped 
teeth? 


* Совы вашей 

+ Brosdnose, prominent 
ортасына ridge, large 
юм 


® The clinical features: 
„large, segmental, unilateral cafe'-au-lait 
patches, which in some cases haye been 
described as following the broad lines of 
Blaschko and in other cases have been described 
as having a “coast of Maine" appearance. 

» polyostotic fibrous dysplasia 

>and endocrine abnormalities, including 


precocious puberty. 


Peutz Jegher Syndrome 


left ip and palate. 
Ip pits, 
missing 2nd premolars, autosomal 


dominant. 
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svirled pigmented skin lesions, 


dental anomalies, 


Ndiuked dominant. 


|Mulibrey nanism - syndrome 


small stature, 
pericardial restriction, 


yellow dots on fundus. 


PKU PHENYLKETONURL 


* Eczema. 

* Hypopigmentation. 
* Seizures. 

Limb spasticity. 
Mousy odor. 


* Severe mental retardation. 


Matabele Disorder 


Cushing's syndrome 


excessive cortisol medication or humour 


batale hump Ё kome 


'dark facial hair 
osteoprpsis сен \ 


Sear diac hypertrophy 
) 


\ “obert 


Musile wasting — | 
| 


a F 
poor wound heal — | 7 abdominal strine 


» Elongated face 8 Broad forehead 

= * Large, prominent ears 

* High arched palate 

• Prominent jaw, Dental crowding 

* Macro-orchidism (post-pubertal) 

• Strabismus (squint) 

» Murmur, Mitral valve prolapse, 
cardiomegaly, dilation of aorta 

* Hypotonia 8 joint laxity 

» Flat feet, Hollow chest, Scoliosis 
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